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E, U MeaUuKo-reHeTu4yeckKoe
KOHCYNbTUPOBaHue - BUA,
MeAWULMHCKON NOMOLLU TeM, KTO
obecnokKoeH, YTo 3aboneBaHue
WUnn BPOXAEeHHOe YPOACTBO ABHO
WU NpeanonoXnTenbHO
HacneacTBeHHOro Xxapakrepa
MOXeT BO3HUKHYTb Y KaKUX-TO
yneHoB ceMbu. 3aAava
reHeTU4YeckKoro

KOHCYJIbTAHTA -
KONMM4YeCTBEHHO OLEHUTb
BEPOATHOCTb TaKOro cobbITUSA,
O3HAaKOMUTb C BO3MOXHbIMMU
npegynpeauTesnibHbIMU MepaMu
N1y, KOTOPbIM OHO YrpoXaer, W,
He OKa3blBas NCUXOSIOrM4YecKoro

nasneHusa, MTOMOMYb nm
NPUHATb Hausnyullee peLleHue.
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Cniy4au, ko2c0a HO80f¢

3abbimoe cmapoe...

Ewe B kOHUe 20-x rogoB C.H.[laBuaoeHkoB B Poccun,
BnepBble B MUpe OpraHn3oBan MeauKo-reHeTU4eCcKyr
KOHCYnbTauuto npu MHCTUTYTE HEPBHO-NCUXUATPUYECKOMN
npodunakTukn. OH YyeTKo cchopmynupoBarn 3agavm u
MeToAbl MeAUKO-reHeTUYECKOro KOHCYSILTUPOBaHUA.
OpHako pa3BuTue AaHHOW obnacTv NPodUNakTUKU n
reHeTUKU YerioBeka B LieJSIOM 3aTOpPMO3Unochb B 30-x rogax
NpakTU4YeCKU BO BCEX Pa3BUTbIX CTpaHax. ATo ObIno
CBSI3aHO C TeM, YTO B HauucTckon NepmaHum gnsa
000CHOBaHUA reHoOUMAa NCNONb30Bariv reHeTu4YecKue
KOHLEeNLMM N BBeJIM HACUSTbCTBEHHYHO CTEePUNMN3aLmIo KaK
mMeTopz "o3aopoBneHus pacbl". B MockBe Obin 3aKpbIT
Mepauko-reHeTu4yeckum MHcTUTYT. B CLLUA meauko-
reHeTU4YeCKue KOHCyrnbTauum (KabuHeTbl) HaYanum
opraHu3oBbiBaTbCA B 40-X rogax, HO 4eUCTBUTESLHO
MHTEHCUBHOE pa3BUTME TaKOM NOMOLLU B pa3HbIX CTpaHax
(B TOM uncne B Poccum n repmanHnm) Hayanocob B 60-70-X
rogax. K atTomy BpemMeHu yxxe oTMme4yarncs 60sbLUon
nporpecc B U3y4eHN XpOMOCOMHOMN NaTONOrnn un
HacneacTBeHHbIX 6one3Hen o6MeHa BelwecTB. NepBbIn
KabuHeT No MeANKO-reHeTU4eCKOMY KOHCYNLTUPOBaHUIO
ObIn OTKPLIT B 1941 roay B MMyuraHckom yHuBepcuTteTe B
CLUA. MpUHATO cYUTaTb, YTO TEPMUH «reHeTu4yeckas
KOHCVINLTaAlLIG» OkIN nbennoxeH C Pyunomv r 1947 r
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feHemuyeckuu

KoHcynbmaHm e Amnace
Hoeeuwux lNpogeccuu!

Mpodeccus nossurtca 40 2020 .

K. MpoBoaAUT NnepBUYHBLIN U
NsIaHOBbIN reHeTUYECKUU aHanus3 B
ANarHOCTUYECKUX LieHTpaXx,
obpabartbiBaeT faHHbIe C
ANarHoOCTUYEeCKMUX YCTPOUCTB U faet
3aKnr4YeHue U pekomeHagaumm no
AanbHeuwen cxeme nevyeHus. C
NOMOLL LI reHeTU4YeCKoro aHanumsa
MOXXHO BbISIBNATb OHKO-MapKepbl,
ANarHoCcTUpoBaTb HacneACTBEHHbIe
3aboneBaHusA, onpeaensaTb
cneunduky obmeHa BeLlecTB
nauyueHTa n uccnenoBaTtb 00ne3Hum,
BbI3BaHHbI€ BUPYCHbLIMU U
6akTepuanbHbIMU UHpeKumamn. Ha
AaHHbIA MOMEHT CaMbIn U3BECTHbIN
CepBMC reHeTUYECKOro CKPUHMHra —
amMmepuKaHcKasa kKomnaHusa 23andMe. B
Poccun kommepueckune
uccrie4oBaHUA reHOMa TaKxXe
NpPoBOAATCA (XOTA NOKa U CTOAT
Aopoxe) — Hanpumep, B KOMNAHUAX

HaonpodeccuoHasnlbHbIe HaebIKU U
VMEeHUSI:

npozpammuposaHue, paboma c
pobomexHukou, paboma c
UCKYCCM@BEHHbIM UHMEeJIJIEKMOM

cucmemMHoe MbiluwiJieHue

K1ueHmMoopueHmupoeaHHoOCMb

BocmpeboeaHHOCMb 8bICOKAS... [To4eMYy Ke? :pt.com




Om nupuku K

deny...

TepmuH "MeOQuko-eeHemu4veckast
KOHcynbmauusi" onpedesisiem 0ea
noHsIMusi:

1) KOHCYNbTaLUsl Bpavya-reHeTuKa Kak
BpayeOHoe 3aKntoveHue;

2) CTPYKTYpHOe noapasaeneHue B KAKOM-
nubo 3BeHe 3apaBoOXpaHeHuUs (Npu
6onbHULe, NpU 06 beagUHEHUN, NOSNTUKITUHUKE
map.).

Moka3saHusiMu O5nst MeoGUKO-
2eHemu4ecKo20 KOHCY/Ibmupo8aHuUsl
sensromcs:

1) poxxaeHue peGeHKa C BpOXAeHHbIM
NOPOKOM pPa3BUTUS;

2) ycTaHOBIEeHHas unu nogospeBaemMast
HacneacTBeHHas 6one3Hb B ceMbe B
LLMPOKOM CMbICIIe CIOBa;

3) 3apepkKa PM3NYECKOro pasBuUTUS UNu
YMCTBEHHasl OTCTarnocTb Y pe6GeHKa;

4) NOBTOPHbIE CMIOHTaHHbIe abopThl,
BbIKMAbILWWN, MEPTBOPOXAEHUS;

5) 6nM3KopoAcTBEHHbIE OpaKku;

6) BO3gencTBME Nofo3peBaeMbIX Ha
TepaTOreHHOCTb UJTN U3BECTHbIX
TepaToreHoB B NepBble 3 MecC.
6epeMeHHOoCTH;

7) Hebnaronony4Hoe nNpoTeKkaHue
6epemMmeHHOCTU. B npMHUuMne Kaxagan
cynpy)eckas napa AofmKHa NPOUTU MeaUKo-
reHeTU4YeckKoe KOHCyNnbTUMpOBaHue Jo
nNJIaHUPOBaAHUSA [ETOPOXAEHUA
(NpocneKkTMBHO) 1 6e3ycnoBHO nocrne
poxaeHus 6onbHOro pebeHka
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Meauko-reHeTU4ECKOe KOHCYNbLTUPOBaHUe Kak _
cnoco6 npodunakTUKn BPOXAEHHON UK >
HacneaocTBeHHOW NaTonorMm ocobeHHo ‘ ‘1
achcpeKkTMBEH A0 3a4aTUSA UMM HA CaMbIX
paHHUX cCpoKax 6epeMeHHOCTMU.

YTOo4yHeHue guarHo3a c UCnonb3oBaHNEM
cneumnanbHbIX reHeTUYEeCKNX MeTo40B:
reHeasniormyeckoe oocneagoBaHue m
cocTaBrieHue poaocrioBHON, BUOXUMUKO-
reHeTU4YeCcKune metoabl, NO3BONsIOLLME
BbISSBUTb reHETUYECKU OOYyCnoBJIeHHbIe
M3MeHeHus ooOMeHa BellecTB, AMarHocTmKa
reTepo3nroTHOro HOCUTenbLCTBAa
peueccuBHbIX annerieu, npeHaTtanbHas
anarHocTtuka (Y3U, onoxummyeckumn
CKPUHUHTI MapKepHbIX 6eNKoB B CbIBOPOTKe
6epemMeHHON, aMHMOLUEeHTe3 — 3abop
OKONOMNJ/I0AHOW XXUAKOCTU ANnA
KapnoTUunupoBaHuUa nnoaa).

OnpeneneHne NporHo3a NOoTOMCTBa,
KOTOPbI OCHOBbIBaeTCA Ha AaHHbIX O TUMe
W BapuaHTe HacnegoBaHusA
NaToNIOrMYecKoro COCTOsIHUS, pe3ynbrarta
npeHaTanbHOW ANarHOCTUKM.

PopmMmynupoBaHUue 3aKNKOYEHUA U fppt.com



- [lopozol, s1 6epemeHHa!
- Ta-a-K. [loudém-Kka K

2@HemuKxy...

B npeane meguko-reHeTu4yeckoe
KOHCYNbLTUPOBaHUE OAOMKHbI MPOUTU BCe
CceMbU, NNaHUupyrLwme UMeTb pedeHKa (T.H.

).
MpssMbIMM NOKa3aHMSAMU ANSA HaNpaBJIeHUSA K
cneumanucTy-reHeTuKy sABnsitOTCA:

- yCTaHOBJIEHHas unu nogospesaemMas
HacneacTBeHHasi bone3Hb B CEMbE;

- KPOBHOPOACTBEHHbIE OpaKu;

- BO34eNCTBME BO3MOXHbIX MyTareHOB Unm
TepaToreHoB A0 UMY B TeYEeHUe NepBbIX TPEX
MecsiLeB 6epeMeHHOCTH;

- 3HaYUMble OTKJIOHEeHUSA pe3ynbLTaToB
GUOXMMNYECKOro CKPUHUHIA MapKepHbIX
CbIBOPOTOYHbLIX OeNKoB y 6epeMeHHON;

- BbISIBIEHME Y NNoga MapKEépPOoB XPOMOCOMHbIX
GornesHen N BPOXAEHHbLIX MOPOKOB pa3BUTUSA NMPU
YIbTPa3ByYKOBOM MUCCe0BaHUU



Komy u ko20a sieHO He nogpedum
ecmped4da ¢ [Jokmopom

feHemukom?

Cywiecmeyem makoe noHssmue, Kak 2pynnbl
2eHemu4ecKo20 pucka. B amu espynnbi exoosm:

- CyNnpy>XecKkue napbl, uMmerome HacrneacTBeHHbIe
ceMeUuHble 3aboneBaHus;

- KpoBHOpPOACTBEHHbLIE 6paKM;

- XXeHLWMHbI C HeONaronpuATHbLIM aHaMHe30M:
nMeroLme NOBTOPHbIE BbIKMAbIWN, POXAEeHUe
MEpTBOro pebéHkKa, becnnoaune 6e3 yctaHOBNEHHOMU
MeANLUMNHCKOWN NMPUYMHbDI;

- BO3eMCTBME Ha byayLmx poaurtenen
HebnaronpuATHbIX (pakTOPOB: paauaLlmmn, ANUTENbHbIN
KOHTaKT C BpeAHbIMN XUMUYECKMMMU BeLLleCTBaMu,
ynotpebneHune B nepmnop 3a4aTusa NeKapcTB C
TepaToreHHbIM, T.€. BbI3bIBalOLWMMU YpoACTBa NNoAa,
AencTBuem;

- XXeHLWMHaM Mornoxe 18 u ctapuie 35 n my>ximHam
nocne 40 neT, T.K. B 3TOM BOo3pacTe PUCK MyTaLIMﬁ B
reHax sBo3pacTtaerTt.

Takum o6pa3om, NpakTUYeCKU Kaxkaaa BTopasi napa
(BCe Yalle XeHLMHbI pOXaloT nocrie 35, Bpayuu CTaBAT

fppt.com



Ce200HSAWHUU

packnado...

B HacTosiLee BpeMsA B HalLuew
CTpaHe u 3a pybexxom co3paHa
CeTb MeAUKO-reHeTUYeCKUX
KOHcynbTaumm n LleHTpbl
MeAUKO-reHeTU4eCKOM NoMoLLY,
OCHOBHasA PYHKLUA KOTOPbIX
3aKrnryaeTca B
npegynpexaneHnmn
BO3HMKHOBEHMUA
HacneacTBeHHbIX 3a0oneBaHNn
B ceMbe. Beaywmum
yupexaeHmem no
reHeTUu4ecKomy
KOHCYNbLTUPOBaAHUIO B Hallen
cTpaHe aBnsetcsa Meguko-
reHeTU4YeCKUM HayYHbIN LLEHTP
PAMH B MockBe. 3Ha4YUTesNbHYI0
paboTy no meauko-
reHeTU4ecKomy
KOHCYINbLTUPOBaHUIO

fppt.com



eHemuka: kyOa uomu

yyumbcsi?

[laHHbIe BbICLLMKE
yuyeOHble 3aBeaeHusa PO

C pagoCTbLIO NPUMYT TeOS = , | e
Ha NyTb BEJINKOro o , ||| recnenoukienic
no3HaHusA! ‘ ' |

PHUMY um. lNMupozoea

MockoBckuu
rocynapcrBeHHbIN
MEeOAULMHCKUA YHUBEPCUTET
uMm. CeyeHoBa

CaHkm-llemep6ypackul
2ocydapCcmeeHHbIlU
MeOuUUHCKUl yHUeepcumem
um. lNasrnoea

Hwxeropoackas
rocynapcrBeHHas .
MeauUMHCKaA akageMus ‘ " g -: ‘-’-':.'.'.’.'.': ﬂﬂﬂﬂm
Hoeocubupckas ' ' & e ; :
2ocydapcmeeHHas!
MeouyuHckKkasi akademusi

C Mone HCKaﬂ : - { - \MNv;sr:r:Dlgaze\:ar-u
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CmMmoneHckas
rocypapcrTBeHHas
MeauLUUMHCKaA akageMus

y -

\')
-

[ [[mmn]] "'.IEIUEIEDEIi :IEIBEIEID i E
_N¥E I n T . n

180
-

.:‘ :

D LT li ".“Zo

‘33‘”’\4. -.-—--——l ".‘“ :

g 3 e T ——— e ———— — awm“ e Thvw S :-:B S— o — S - - P— b2

- - - - - -
= - yra—-
> - b - - - -
e Y b L T S ‘a\-ﬂ‘,. T D ., —
— PO . . . ——e g T8 rETEm ® -
P e - - — O = S ..'_ ,' [ \.'|f~‘~ ﬁ' =
P — . - - - L » ') T —
=" , - RO 5L o L P s “. c}-l = AW
. = o
Err g v 5
o Ll T

2 ’h.. :
A smolgazeta U



—

POCOHACKHMN

FOOVAAPOTEGHEMN
™ MEAHIHNCKNA YNHEEPCHTET
. B B NTHPOTOSA




MocCKOBCKUM rocyaapCTBeHHbIN
MeANLUUNHCKUN YHUBEPCUTET UM.
CeuyeHoBa
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VAARIT-1ICTCPOYPICRVN
rocyaapCTBeHHbIU
MeANLUNHCKUN YHUBEPCUTET
uMm. lNaBnoBa
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Huxeropoackas
rocyoapcTBeHHasi
MeAULUUHCKaA akagemMus




HoBocnbupckasn
rocypgapcrBeHHas
MeOULUUHCKaa akagemMus
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Kyb6aHckas
rocyaapcTBeHHas
MeAULUUHCKasa akagemMus




bepeaume cebsi u ceoux
6s1u3kux!

cebsi u ceoux
6s1u3KUX. npobnemy
Mo siuyy U KOPHIo €€, U
HUKo20a
MeOUUUHCKOU MOMOUWbHo,
dake ecsiu Bam HeCcKoJibKO
pa3 He roeesJsio ¢ 8pPayoM...
=)

, ecmb euWé Ha
3emsie Cneyuanucmsbli! A,
moxxem, Bbl 3axomume
cmamb OOHUM U3 HUX?
Takum 2eHemu4yecKum
KOHCYJIbmaHmMoMm, KomopbiUu
6ydem obpa3yom ceoeli
npogheccuu u cosepwum
MHO)>Kecmeo 006pbix u
noJsie3HbIx

fppt.com



